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[[eHHble BOAE3HU YeAoBeKa

® leHHblIe 60A€3HM YeAOBeKa OOYCAOBAEHDI
reHHbIMM MyTaumammn. MoAaekyAspHom
OCHOBOM 3TOU HACAEACTBEHHOMU MAaTOAOINMNU
ABAAIIOTCA U3MEHEHUS COCTaBa HYKAEOTUAOB
CTPYKTYPHbIX FEHOB U PErYASSTOPHbIX
Y4aCTKOB.




TpaHCKPUMLUMOHHBIN PpaKTOp pa3BUTUSA

AHNPpUAMA — OTCYTCTBME PaAyXXHOM OBOAOYKM TAa3a,
Bbi3blBaeMas reHETUYECKOU MAaTOAOTUEN.
AHNpuAMA — ayTOCOMHO-AOMUHAHTHOE 3ab0AeBaHMeE,
NposiBAsIIOLLLEECS B CAYYae, Koraa B reHe PAX6 nmeetcs
XOTsl Obl 0OAHA KONKs AedeKTHOro reHa.
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[ eHOMHas uHTerpauus

® PakK ToAcTOM KMLIKKM — 3TO 3a60AeBaHMe,
KOTOpO€e XapaKTepu3yeTCsi HEKOHTPOAUPYEMbIM
AEAEHUEM N POCTOM KAETOK, HEMPABUABHO
cnapeHHbIMK HUTAMKU AHK B 6eAke penapauumn.




Peryaauua tpaHcasumm PHK

® CuHapom MaptuHa — Beaa (cuHApOM AoMKou X-
XPOMOCOMbI) — HacAeACTBeHHOe 3aboAeBaHMe. Pazsutue
CMHAPOMA CBAI3aHO C 3KCMaHCUEN EAUHUYHBIX TPUHYKAEOTUAOB
(LLI'T) B X-xpomocome 1 NpUBOAUT K HEAOCTATOYHOM
akcnpeccun b6eaka FMRI, koTopbih HEO6XOAMM AAS
HOPMaAbHOIO pa3BUTUSA HEPBHOM CUCTEMBI.




XPOMaTMH — AdCCOLUUMNPOBAHHDbIE BeAKU

® CuHpapoM PeTTa —reHeTHu4eckoe,
HacAeACTBEHHOE 3a060AEeBaHME, BCTPEYaETCS
MOYTU UCKAIOUUTEABHO Y AEBOYEK C YaCTOTOM
1:10000 — 1:15000. k 3a6oaeBaHuMIO
npuBoasT myTaumm B reHe MECP2 (penpeccus
TPaAHCKPUMLMN).




TPaH CAAUUNA MUTOXOHAPUAABHDIX 6eAKoB

® Cunapom MELAS - 3a60AeBaHMe,
0byCAOBAEHHOE TOYKOBbIMU MyTaLlUAMM B
mMuToxoHapuaabHon AHK. B ocHoBe AeXxut
TOYKOBas MyTauusa MuToxoHapuaAbHor AHK,
BbI3bIBaOLLLASA HAapyLUEHME MPOAYKLMMU
pnbocomaabHom PHK u aAepmumT sHepreTrnyeckomn

MPOAYKLMN MUTOXOHAPUAABHOM AbIXaTEAbHOM
Lenu.




OkuncAanteAbHoe pochopUAMpOBaHUE

® HacaeacTBeHHasa onTnYyecKasa HeMponaTus
LHON Aebepa, apaseTca HaCAeACTBEHHOM
MUTOXOHAPUAAbBHOM AereHepaLMe raHFAMOHAPHBIX KAETOK
(PCK) ceTyaTKM U MX aKCOHOB, YTO MPUBOAUT K NOTEpE
LLEeHTPAaAbHOIO 3pPEHUS; 3TO BAUSIET NMPEUMYLLECTBEHHO Ha
MOAOAbBIX MY>X4MH. [lponcxoaunt mytaums reHos MT-NDI

MT-ND4 , MT-ND4L n MT-N.




LinTockeaeT

® Muoaucrpopua AiouwieHHa - oAHO U3 CaMbIX
4aCTbIX HEPBHO-MbILLEYHbIX 3aDOAEBAHUM.
Ob6ycAoBAEHa MyTaLMsaMK B reHe AUCTpodUHa.
HacAeayeTca no peueccmBHoMy TuMy, CLLEMAEHHOMY

c X-XpOMOCOMOM.




OHKoreHsl

® XpOHHUYECKUH MUEAOUAHDBIU AEUKO3 —
dopMa AelfKo3a, KOTopas XapaKTepm3ayeTcs YCKOPEHHOM U
HeperyAMpyeMom npoandepaumern MMEAOUAHbBIX KAETOK
B KOCTHOM MO3re C UX HakomnAeHueM B KpoBu. [1pu aTom
TPaHCAOKaLUK, YHaCTKM 9-1 U 22-1 XPOMOCOM MEHSIOTCS
mMecTamu => pparmeHT reHa BCR 13 xpomocombl 22 u reH
ABL 13 xpomocoMbl 9 0b6pasytoT eAUHYIO pamKy
CYUTBIBAHUSA.
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